A 41 weeks' gestation infant girl was born vaginally with Pitocin induction. The finding of fetal hydrocephalus on a screening sonogram had complicated the pregnancy. The infant was limp at delivery, but had Apgar scores of 6 at 1 minute and 8 at 5 minutes. The child had a seizure shortly after delivery. An electroencephalogram demonstrated a seizure focus and a disordered background. Physical examination in the nursery demonstrated right microphthalmia. A cranial magnetic resonance imaging (MRI) was obtained ( Figures 1 and 2 ) and ophthalmologic consult was obtained. A skeletal survey was normal.
DENOUEMENT AND DISCUSSION
The ophthalmologic examination demonstrated a chorioretinopathy thought to be characteristic of Aicardi syndrome. The cranial findings of midline cyst with agenesis of the corpus callosum and the electroencephalographic findings all supported this diagnosis. The cystic lesion in the orbit was felt to be a cystic encephalocele.
Aicardi syndrome is an X-linked dominant condition consisting of the triad of agenesis of the corpus callosum, infantile spasms with characteristic EEG findings, and chorioretinal lacunae of hypopigmentation. 1 Infantile spasms have their onset most frequently in the neonatal period, but always by 24 weeks of age. 2 They are associated with multifocal epileptiform abnormality on a severely disordered background. Although seizure frequency may decrease with time, the seizures may also be intractable. The chorioretinal atrophy is pathognomonic with hypopigmented or apigmented retinal epithelium in lacunae most marked around the papilla. 3 Other characteristic findings in patients with Aicardi syndrome include cortical heterotopia, polymicrogyria, orbital colobomas, choroid plexus cysts, choroid plexus papillomas, 1 intraorbital and pineal cysts, 4, 5 Dandy Walker posterior fossa cyst, costovertebral anomalies, and cleft palate. Vertebral anomalies are seen in approximately two thirds of patients 2 and consist of block vertebrae, hemivertebrae, butterfly vertebrae, and abnormal costovertebral articulations.
An interesting abnormality is the cysts seen in the orbit posterior to the microphthalmic globe in this patient. In one similar case, this lesion was pathologically confirmed and seen to be a cystic intraorbital encephalocele. Because of the MRI similar to our patient's orbital cyst, we believe this also represents the same lesion. 4 Aicardi syndrome is believed to be due to interstitial deletions in the region of X p22.3. 6 The disease is thought to be an X-linked dominant lesion lethal in males, except in one report case of a patient with Klinefelter's syndrome. Rett syndrome, incontinentia pigmenti, and Goltz focal-dermal hypoplasia syndrome are other Xlinked dominant conditions. It is believed that Aicardi syndrome and Goltz focal-dermal hypoplasia syndrome may be contiguous gene 
Imaging Casebook
syndromes because they have been found in the same patient 6 who had deletions of the short arm of the X-chromosome.
The prognosis is exceedingly guarded in this severe condition in which severe mental retardation and high mortality are common. Only one reported patient with Aicardi syndrome has developed speech. 7 Treatment is supportive and usually requires anticonvulsant therapy. 
